Pena and Shokeirl described ten infants with a syndrome consisting of microcephaly, microphthalmia, cataracts, and joint contractures and in most cases characteristic facial appearance. They believed that autosomal recessive inheritance was involved in what they referred to as the cerebro-oculo-facioskeletal syndrome (COFS) syndrome. A follow-up of some of the original cases and details of several new ones,2 together with other reports 3 4 which probably describe the same syndrome under different names, firmly established the existence of the COFS syndrome. However, details of other cases [5] [6] [7] [8] have led Pena et a12 to suggest that other similar syndromes exist within the "same phenotypic syndrome community".
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